Case Report {#sec1-1}
===========

A 12-year-old male presented us with the painless, progressive diminution of vision in both eyes of last 4-5 years duration which was associated with photophobia, and involuntary eye movements. There was no family history of similar complaints. Best-corrected visual acuity in both eyes was 20/200. Pendular nystagmus and alternating esotropia of 30° was noted. Anterior and posterior segment pictures are attached \[Figures [1](#F1){ref-type="fig"}--[3](#F3){ref-type="fig"}\].

![Slit lamp photograph of the left eye](OJO-8-73-g001){#F1}

![Slit lamp photograph of the left eye in retroillumination](OJO-8-73-g002){#F2}

![Fundus photograph of the left eye](OJO-8-73-g003){#F3}

Spectral domain optical coherence tomography (SD-OCT) through foveal center is shown in [Figure 4](#F4){ref-type="fig"}, the findings were similar in both eyes.

![Spectral domain optical coherence tomography of the left eye through fovea](OJO-8-73-g004){#F4}

Questions {#sec1-2}
=========

Describe the findings in the anterior segment and fundus seen in Figures [1](#F1){ref-type="fig"}--[3](#F3){ref-type="fig"}. What are OCT features in [Figure 4](#F4){ref-type="fig"}? What is this condition called? How is it graded according to the severity?What is the most likely diagnosis?Mention some tests by which diagnosis may be confirmed?

Answers {#sec1-3}
=======

Anterior segment pictures show poliosis, hypopigmented iridis and iris transillumination defects. Fundus examination of both eyes revealed a hypopigmented fundus through which the choroidal vasculature could well be visualized and an absent foveal reflex.Normally fovea is characterized by a central foveal depression wherein plexiform layers (inner retinal layers) are absent or extruded, outer nuclear layers are widened and outer segment is lengthened.On OCT incursion of inner retinal layers is the diagnostic feature of foveal hypoplasia in early stages with progressive flattening of foveal depression eventually. In its more severe forms, there is no outer segment lengthening and outer nuclear layer widening making the fovea look like rest of the retina! OCT is an important tool in evaluating microstructural changes in foveal hypoplasia that classify it into four distinct grades. Grade I is characterized by absent extruded plexiform layers. Grade II is absent foveal pit. Grade III is absent outer segment lengthening. Grade IV includes loss of outer nuclear layer widening.\[[@ref1]\] Based on this grading scheme, the present case has Grade IV foveal hypoplasia and has a poor visual prognosis.Oculocutaneous albinism.Visual field testing could rule out a chiasmal decussation defect. Electrophysiological testing (visual evoked potential and electroretinogram) is of prognostic importance. Hair-bulb tests differentiates tyrosinase positive from tyrosinase negative variant. A routine audiometry, Complete blood counts and dermatological consultation rules out systemic associations complicating the disorder, in which a molecular genetic testing could also be called for.

Albinism {#sec1-4}
========

Albinism is a set of inherited conditions characterized by absent or decreased tissue melanin in conjunction with characteristic ocular and visual pathway anomalies. The disorder can be divided into two groups: (1) Oculocutaneous albinism - It is characterized by varying degrees of involvement of the eyes, hair, and skin. (2) ocular albinism with disease involvement limited to the eyes. Clinically it is characterized by Iris transillumination defect, nystagmus, foveal hypoplasia, strabismus and abnormal decussation of the visual pathways.

Albinism has classically been organized into two broad categories, tyrosinase-positive (mild to moderate) and tyrosinas-negative (severe) albinism, based on one\'s phenotype rather than on genotype. With the evolution of molecular genetics, finer classification according to the affected gene has dictated nomenclature of the subtypes. There are now seven types of OCA-All seven types are inherited in an autosomal recessive manner and are thus found in both males and females, which is in contrast to that of X-linked recessive inheritance of ocular albinism.

Differential diagnoses include Hermansky-Pudlak syndrome, a rare autosomal recessive disorder that is further characterized by bleeding tendency due to platelet storage deficiency, interstitial lung disease, and granulomatous colitis (depending on the subtype), Warrensburg Syndrome which is an autosomal dominant disorder notable for patchy areas of depigmentation of the hair and skin in piebald-like distribution, heterochromia irides (pigment abnormality of the iris), and broad nasal root, Chediak-Higashi syndrome characterized by severe pyogenic infections that is ultimately lethal accompanied by progressive neurologic abnormalities, coagulation defects, and mucosal defects such as gingivitis, oral ulcerations, and periodontal diseases.
